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Résumé en
anglais
Focal dermal hypoplasia (FDH) is a rare syndrome characterized by pleiotropic
features knowing to involve mostly skin and limbs. Although FDH has been described
in children and adults, the cardinal signs of the fetal phenotype are not
straightforward impacting the quality of the prenatal diagnosis. We describe in depth
the ultrasound, radiological, macroscopical, and histological phenotype of three
female fetuses with a severe form of FDH, propose a review of the literature and an
attempt to delineate minimal and cardinal signs for FDH diagnosis. This report
confirms the variability of FDH phenotype, highlights unreported FDH features, and
allows delineating evocative clinical associations for prenatal diagnosis, namely
intrauterine growth retardation, limbs malformations, anterior wall/diaphragm
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